Gaucher Disease: A Century of Delineation and Research by Seashore, Margretta R.
BOOK REVIEWS 257
the controversies in treatment of thyroid cancer is presented by Dr. R.D. Leeper.
Several articles are well presented, put into perspective, and are also well referenced,
but the overall quality and even the print offset is very heterogenous (and unfor-
tunately not free oftypographical errors). Nevertheless, this book contains valuable
material for clinicians and researchers in the fields of endocrinology and internal
medicine and also for whoever is interested in recent developments in thyroid
disease.
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GAUCHER DISEASE: A CENTURY OF DELINEATION AND RESEARCH. Edited by Robert J.
Desnick, Shimon Gatt, and Gregory A. Grabowski. New York, Alan R. Liss, Inc.,
1982. 740 pp. $76.00.
This book publishes the proceedings of the First International Symposium of
Gaucher Disease held in New York City in July 1981. The 95 participants in this
symposium include most of the world's leading experts on this disorder. It is
probably the most up-to-date collection of papers about the history, pathology,
clinical aspects, and biochemical aspects of Gaucher disease in print at the present
time. The historical perspective at the beginning ofthe book is an excellent review of
the progress of our understanding of the pathogenesis of this disorder from clinical
description to molecular delineation ofthe enzymatic defect and the gene location to
chromosome 1.
The first section focuses on therapy and attempts at enzyme replacement, hetero-
zygote detection, and genetic heterogeneity. The mechanisms discussed apply to
other genetically determined inborn errors of metabolism and lysosomal function.
In theclinical section there is a clear discussion oftheclinical variability with various
sub-types of this group of disorders, such as the Swedish and North African vari-
ants, and the correlation with the biochemical findings in the enzymatic activity.
Chemical pathology and morphology are the topics in the second section, with
photomicrographs, electronmicrographs and well-displayed gross specimens. Much
methodology and biochemistry are included for those interested in the chemistry of
the beta-glucosidases and the enzymology of Gaucher disease. Studies on the bio-
chemical differences among the variants and attempts at delineating the biochemical
basis for the genetic heterogeneity are interesting and helpful. It would be of great
help to biochemists and others who are studying these enzymes and for investigators
just beginning to look at other lysosomal enzymes. The gene mapping data will be
updated and revised but are still very interesting to those involved in gene mapping.
A book which has a paper entitled "Fiddling on a Drifting Roof: Genetic Implica-
tions of Jewish Settlement Pattern and Life Styles" will be of interest to the general
reader as well. The section on clinical implications contains a helpful paper on
homozygote and heterozygote identification and will be extremely useful to those
attempting to identify members of a family who are at risk and provide accurate
genetic counseling about prenatal diagnosis. The discussion of the surgical manage-
ment ofGaucher disease will be ofvalue to those caring for these patients. The three
papers included on canine and mouse models of this disorder will be of interest to
those involved in therapeutic research, particularly enzyme replacement. The next
volume of this series undoubtedly will contain more information on this important
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This volume should be available to all clinicians caring for patients with this con-
fusing group of disorders. Hematologists, geneticists, general surgeons, and pedia-
tricians will find it of great value. Investigators whose field of interest includes the
lysosomal storage diseases and the function of lysosomal hydrolases will also find it
of value, particularly from the methodological point of view.
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GENETIC EYE DISEASES: RETINITIS PIGMENTOSA AND OTHER INHERITED EYE
DISORDERS. Edited by Edward Cotlier, Irene H. Maumenee, and Alaine R. Berman.
New York, Alan R. Liss, Inc., 1982. 746 pp. $76.00.
The volume is the report of a symposium involving participants from all over the
world. It is'divided into several sections, including sections on genetic research and
ophthalmology, retinal pigment epithelium and experimental retinal degeneration,
retinitis pigmentosa, gyrate atrophy of the retina and choroid, retinal degeneration
syndromes, albinism, lysosomal storage diseases, corneal diseases, connective tissue
diseases ofthe eye, syndromes involving the eye, and retinoblastoma. The papers are
written by acknowledged experts in the field. The book is not organized as a text-
book or a didactic presentation but is rather a compendium of reviews and reports
of some recent developments in our understanding of these disorders. It also in-
cludes the Franceschetti Memorial Lecture by Mette Warburg, entitled "Diagnostic
Precision in Microphthalmos and Coloboma of Heterogeneous Origin." This is an
interesting, up-to-date review of the various environmental and genetic causes of
microphthalmos with and without coloboma. It will be useful to dysmorphologists
and ophthalmologists evaluating children with such findings.
Several papers involving the study of cultured retinal epithelial cells with new
techniques to look at metabolism in these cells in vitro opens up exciting new
avenues in the understanding of human retinal diseases, especially retinitis pigmen-
tosa. Several interesting electron micrographs are also presented, and the
photographic reproduction is excellent. Particularly good are microscopic data on
cultured retinal cells in retinitis pigmentosa.
Another paper reviews a recessively inherited dog model and also a rat model for
retinitis pigmentosa. Several attempts at genetic analysis in retinitis pigmentosa
demonstrate an effort to sort out the complex genetics of this severe disorder. The
section on therapy of gyrate atrophy of the retina and choroid is particularly useful
because of the potential of treatment in this group of disorders. Two reports of a
trial oflowprotein, low arginine diets and vitamin B6 supplementation present much
visual function data and careful measurements, as well as a demonstration of the
genetic heterogenity in this disorder. There are case reports ofsuch genetically deter-
mined retinal degenerations as well as some of retinal dystrophies, lysomal storage
diseases which include ocular manifestations, and theoptic tract and visual cortex in
albinism. A review of the eye abnormalities in Marfan syndrome reviews the in-
cidence and progression of the eye disease in that condition. A report of a large
study of patients with the Wagner-Stickler syndrome will be of great interest and
help to clinicians.
This volume will be of value and interest to opthalmologists who care for patients
with genetic disorders and whose help is needed in making the diagnosis in many of